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ﬂmﬁﬁrmmﬂmmmﬁﬂmﬁrﬁﬁ%mm._.mﬂ ANOH_.m BE£ER)
0101 |ZEEERRE ?os«?mﬁomnmauwg o:m EWE mmuﬁﬁr Methylmalonic zcidemia (MMA)
0102 |EBERrERMIE Homocystinuria 0113 | EEE IMAE Isovaleric academia (IVA)
0103 | {EM: = BERAER A Hereditary tyrosinemia 0114 |PRERIMLAE Propionic acidemia (PA)
0104 |/= BRREEEE I RE Methionine adenosyltransferase deficiency ,MET 0115 |F—EimiE » — -~ & Glutaric acidurda type I, I
0105 |TEERRIE Maple syrup urine disease (MSUD) 0116 |EEEERBES 3-Hydroxy-3-methyl-glutaric acidemia
0106 |3 Ell 4= H REEE i Nonketotic hyperglycinemia 0117 |=FEETEEE A B{EEEREE 3-Methylcrotony-CoA carboxylase deficiency
0107 |BeBrERmE Cystinosis 0118 |Zasi (L EEEL= i (EYEBERRZME) (Multiple carboxylase deficiency
0108 [ZEHiERE- IS AL 5= i |(Phenylketonuria)-(Tetrahydrobiopterin deficiency) | 0119 |55 HEREHE IfLE Hyperprolinemia
0110 | =B ERmE Hyperlysineria 0120 |FEHHE L- R R iR = Aromatic L-amino acid decarboxylase deficiency
g o o S Cobalamin C Defect (Methylmalonic Aciduria and
0111 |48 Rehig B RIER =R ; bir| L
11 .mﬁmﬁmmmﬂﬁ Histidinemia O”_.NH ﬂml._vﬂ mmﬁmm@%jmwnmﬁm‘maﬁﬁoz. CZ) mogoowwgdbm. Ch1C Qbmu
. 02 - REEERSEE . . .
0201 |JIFZEEImIE Citrullinemia 0204 |SRr T —EAREERLEE Argininosuccinic aciduria
0202 |5 8RR A SRS R 64 S 72 | Ormithine transcarbamylase deficiency 0205 |15 e e RS - R g eI ez By perammoneri
Homocitrullinuria Syndrome
0203 | ZEREkp e & R ES G = E Nitroacetylglutamate synthetase deficiency (NAG) | 0206 |F5fe T —HEEFZEGRZIE Argininosuccinic Aciduria
03 ~ HiUHEE _
0301 |FFESEERSAE (type I~type IV) | Glycogen storage disease (type I~type IV) 0320 [FEREEAE Mucolipidosis
0302 |REZEBIE (type I ~ type VI) Mucopolysaccharidoses(type I ~ type VI) 0321 [(EfRSEZAHRERR)
0303 |EEE Gaucher's disease 0322 [BK L& Z BEE L EERT Carbohydrate-deficiencyglycoprotein syndrome
0304 |Fabry BRI CGEREREEE) Fabry Disease 0323 | REJE Trimethylaminuria
0305 |[BESTUCFEE Niemann-Pick Disease 0324 [RGB IEEEERNRE Congenital generalized Lipodystrophy
0306 |GEENSBEGHSEAE I |Shortchain acyl-CoA dehydrogenase deficioncy | 0325 | PR ES MR BRI I AR CaA - cmomzys ey Geggprass
deficiency (MCAD)
0307 B LRRES B REE Adrenoleukodystrophy (ALD) 0326 | EERE B AR SR TR = E Pyruvate dehydrogenase deficiency
0308 |R5FrlE S b= FEEhkE Fatty acid oxidation defect 0327 |BSRRE = EE Cerebrotendinous Xanthomatosis
0309 |ERFAEEE S LEER = Sulfite oxidase deficiency 0328 [f MM E REEE AR Glut(Glucose Transport) 1 Deficiency Syndrome




0310 e E, SREEFRAE |Fructose intolerance, hereditary 0329 BBl BRI E SHE T B Rhizomelic Chondrodysplasia Punctata (RCDP)
0311 |HEEmEAERE (BEE)  |Fucosidosis 0330 | = BB ME Sitosterolemia
0312 |[EES R E Camitine deficiency syndrome, primary 0331 \SHEEEERL=E Molybdenum cofactor deficiency
0313 [MLD fEEEE Metachromatic Leukodystrophy (MLD ) 0332 {EBEEEESHHE Hypophosphatasiz
0314 |fréregstfs Mitochondrial defect 0333 [BREFFEIS B EAEE Globoid Cell Leukodystrophy
0315 |Z=EE porphyria 0334 | B IEERE Barth Syndrome
0316 |[EEARE Wilson's disease 0335 |Beta WifEESGLZE Beta-Ketothiolase Deficiency
0317 |SeRiEs A ME Congenital hyperlactic acidemia 0336 |BAEE FI S ESRATE MEHERT BR B = iE Infantile form Lysosomal Acid Lipase Deficiency
b=l Einl] 23 S IA . : 3
0318 M%%Wmmmﬁﬁm%ﬁmw? Persistent hyperinsulinemic hypoglycemia of infancy | 0337 |Z-85 MR EEFEESER=E Multiple Sulfatase Deficiency
0319 |EFMIME Galactosemia 0338 |EWEBEHZIE Biotinidase Deficiency
04 ~ LFHTHEESREA
0401 |EEFMERRMEEIEE Primary Pulmonary hemosiderosis 0406 [Holt-Oram ESJEfEEE Holt-Oram Syndrome
o . . Andersen EGEMREE (L HIEEEZERE
| N n.ﬂ. £l . il C X oty Q _
0402 |EEMEFERSBE Primary Pulmonary Hypertensio,PPH 0407 R | ST ) Andersen's syndrome
0403 |Alstrom ECIEIREEE Alsrtom Syndrome 0408 |25 B Mg HEde T T Asphyxiating thoracic dystrophy
0404 |FFE3 R HEIAREE(L Idiopathic Infantile Arterial Calcification 0409 |FeREFEERRT BEERE Congenital Central Hypoventilation Syndrome
0405 |BEAREReE R Cystic fibrosis
05 MEREETE
e ; T L ) . HFME Cajal mmwmﬂ%m@%mﬁbfﬂmﬁﬁﬁﬁﬁﬁmmmﬁ
0501 HEFTHESRBRIEFTPIEE R EEAE |Progressive intrahepatic cholestasis, PFIC baba Congenital Interstitial Cell of Cajal Hyperplasis with Neuronal Intestinal Dyspl
0502 |FeRENEES S RERE Inbon errors of bile acid synthesis 0504 |Ferhr S BRRE ERE Alagille Syndrome
0601 |BREIRAFEE ¥-linked nephrogenicdiabetes insipidus 0604 |REHEEMETE Hypokalemia, familial
0602 |MEEEEREHEEREDERE  (X-linked hypophosphatemic rickets 0605 |E S BESREEETER Autosomal recessive polycystic kidney disease
0603 |[Lowe ECSEREE Lowe sydrome 0606 |Bartter FCAE{EEE Bartter's syndrome




0701

P A

Moya moya disease

Miller Dieker syndrome

0719 |Miller Dieker FE{Z#E
0702 |HHEREEARE Agenesis of corpus callosum 0720 [redSTis RIS R B AE Neuronal ceroid lipofuscinosis
0703 |& 88/ NSB{EMEEIE T IR |Spinocerebellar ataxia 0721 |Alexander B35 Alexander disease
0704 [ TIHECSESE Huntington disease( X 7% Huntington's chorea) 0722 |(BEEREERE Stiffperson syndrome
0705 |4EETIERE(LE Tuberous sclerosis 0723 |BRAEEE R LEEERZE Tyrosine hydroxylase deficiency
0706 |Z3&MmE{LE Multiple sclerosis 0724 |Wolfram ECEE(EEE Wolfram syndrome * DIDMOAD
0707 |Zellweger ECEERE Zellweger syndrome 0725 [BEMEEE T BRE Hereditary spastic Paraplegia
0708 FRiFRIEREF Rett syndrome 0726 |Joubert ERAEIREE (M NEBREIFERE) Joubert syndrome
0709 |#RETENLAZESHLE Spinal muscular atrophy 0727 |Pelizacus-Merzbacher FJiE (1@t FRIERINSE(LAE) |Pelizacus-Merzbacher Disease
0710 |Menkes ESTEIERF Menkes disease 0728 [HEMEERE (S EESENAZEREE) Kennedy Disease
0711 |ANZESEIERZRBHMCAEET R A) |Amyotrophic lateral sclerosis (ALS) 0729 |RIRIEBID S F TSR E Familial Amyloidotic Polyneuropathy
0712 |Charcot-Marie-Tooth F&3 Charcot-Marie-Tooth Disease 0730 S RSB HEa BN~ R e me WMMMMMMMM%W ww%a&
0713 |GM1/GM2 TELEEIEREETEE |(GMI/GM2 gangliosidosis 0731 |Moebius SEEEE Moebius Syndrome
0714 |Lesch-Nyhan FCIE{EEE Lesch-Nyhan syndrome 0732 [McLeod fEZEE McLeod Syndrome
0715 |ELBEHEMEIEREEEE | Ataxia telangiectasia 0733 |Aicardi-Goutieres FEEEE Aicardi-Goutieres Syndrome
0716 |FEEEZEGRZIE Sialidosis 0734 [ RI2ETERR: Proteus Syndrome
0717 |SeR R SRR & BF 85T |Congenital insensitivity to pain with anhidrosis 0735 |MECP2 4 &E(REE %ﬂwmm% binding protein 2 Duplication
0718 | TR ThAEEREE(ERE Hypothalamic dysfunction syndrome 0736 |BSEh/NEE(REE Cerebro-Costo-Mandibular Syndrome
0801 |FEEMESF O EKIEE Hereditary epidermolysis bullosa 0809 |BESEA S SRS Infantile systemic hyalinosis
0802 |@rifkfaiimgE (E4EEMEEHE) |Ichthyosis, lamellar recessive 0810 |Meleda E¥R Meleda disease
0803 YMNEBHEETRRIE Ectodermal Dysplasias 0811 (Darter (57 (BEALIE) Darier's disease
0804 |BREEEL Collodion baby 0812 e FKME{ bR £IE Dyskeratosis Congenita
0805 [BEEE fa e Harlequin ichthyosis 0813 | B B R A LR I WMM%MMM%@W%WNHEO%%
0806 |7k amI4e oM hERERIELT &2 |Bullous Congenital ichthyosiform erythoderma | 0814 |Netherton FE{ZEE Netherton Syndrome
0807 |BZEKERE Incontinentia pigmenti 0815 S RMEARBEERE Giant Congenital Melanocytic Nevus
0808 |HRHE 5Z/& HLIE Oculocutaneous albinism




09 ~ HLARE

AR

Hereditary cytoplasmic body myopathy

Facioscapulohumeral muscular dystrophy

0901 0909 |EEFFREANAERE
0902 |BEEERHLAZESEE Duchenne muscular dystrophy (DMD) 0910 | E RN RARTE Becker Muscular Dystrophy(BMD)
0903 |FILEESLEhZE R Central core myopathy 0911 [Freemam-Sheldon ECIE{REEE Freemam-Sheldon syndrome
0904 |Nemaline £&7AFLAATRES Nemaline Rod Myopathy 0012 |BEnsHmIp SoqefE (S 2A B - 55 2B B - 55 2D &)  |Limb-girdle muscular dystrophy(type 2A ~ 2B~ 2D)
0905 |Schwartz Jampel EXE(BEEF Schwartz Jampel syndrome 0913 |SERMERNAEAE Congenital Muscular Dystrophy
0906 |ANAFEESE Myotonic dystrophy 0914 | NahZEBR Multiminicore Disease
0907 |E-Ar I HAZESEE 0915 [Emery-Dreifuss HLFEE Emery-Dreifuss Muscular Dystrophy
0908 |A/IVEmRE Myotubular myopathy
e 10 - FERE e =
1001 |FeBTEiE (ERSiEsE) Osteogenesis imperfecta 1008 |BREEERY Spondyloepiphyseal Dysplasia(SED)
1002 |EvE e AEECIVPIAL Achondroplasia 1009 |BUFZL R IE Split-hand/ Split-foot malformation ( SHFM )
1003 |[FEELE (REREH) Osteopetrosis 1010 |[RERBEEETE Pseudoachondroplastic dysplasia
1004 |EfTHEERMEALR Fibrodysplasia Ossificans Progressiva 1011 |Conradi-Hunermann ECJEEES Conradi-Hunermann syndrome
1005 |[E#EEEREER Primary Paget disease 1012 | SR EHREEADE Multiple Epiphyseal Dysplasia
1006 EEHEESXEEE Cleidocranial dysplasia 1013 | KB EHBENEE Hypochondroplasia
1007 %OWM@M%MW RAEE L \1oCune Albright syndrome 1014 |5 REERER 2 Klippel-Feil Syndrome
= - n-gedegme -
1101 |BERLERAE (IR AE) Marfan syndrome 1103 |FeReE4r S R EEUE Ehlers Danlos syndrome IV
1102 |ELBEMERIEEEE(EEIRER)  |Waardenburg syndrome 1104 (R E KRR Beals Syndrome
e e O EnERE e
1202 (EEUVEFEEED Thalassemia major 1206 |PeEE% 17 R MAT EFRIE Paroxysmal Noctumnal Hemoglobinuria
1203 |/ IMREEITE Thrombasthenia 1207 SR eG4 BB A ERHEE M Diamond Blackfan Anemia
1204 |EEESFELSE CHB=ME |Homozygous proetin C deficiency 1208 |FEBLEI M FREBIEMAEIEEE Atypical Hemolytic Uremic Syndrome
1205 | 1- iR A EESER=E a 1- Antitrypsin deficiency 1209 |ZEEE S L= 0E Protein S Deficiency
== S e e
1301 [FFEEREEEHRESME |Bruton's agammaglobulinemia 1306 [FEEERK{T 8 BREIE Complement Component 8 deficiency
1302 |[EEMieMAEEER Chronic primary granulomatous disease 1307 |IPEX fEf&EEE IPEX Syndrome
1303 |4 RS fEERE Y E fEERE |Congenital Hyper IgE syndrome 1308 | = REEREA M ERE Hyper-IgM Syndrome
1304 |Wiskott-Aldrich ECE{REEE Wiskott-Aldrich Syndrome 1309 | v FHEEZRE 1 ik Interferon 7 receptor 1 deficiency
1305 |BFEE SR EEETE Severe combined immunodeficiency 1310 | EMEmEHEKE Hereditary Angioedema




4-AGWER

1401 [SeREE FIREERE (GERARE) Oo&mmﬂg adrenal hypoplasia 1407 |Kemny-Caffey FCE(REE Kenny-Caffey syndrome

1402 |{ERIEEIPRIEREEE Pscudohypoparathyroidism 1408 Wmmwwwwa Mﬂﬁwm@%% w_m% E MMMWMM%M%W_WB@MMWW%%@

1403 |El&TFH S EE R ME Homozygous familial hypercholesterolemia | 1409 | B EHREZ{RE DI ACTH resistance

1404 |FiEME S FUBEHOHL ME Familial hyperchylomicronemia 1410 |1 o -FALEEEEZ EMERE 1 & -hydroxylase deficiency

1405 |BEimAEAE CRBERE) Acromegaly 1411 |Kallmann FCEREE Kallmann syndrome

1406 |{Laron ELERIRIERERE Laron syndrome (Laron dwarfism) 1412 |RAMERERERR Permanent Neonatal Diabetes Mellitus

e _ e 15~ RIEEAHREER _ -

1501 |FeRassEREfElRREss — i Neurofibromatosis Type II 1505 |Beckwith Wiedemann ECHEFRF Beckwith Wiedemann syndrome

1503 |1R4BRE T 4HATE Retinoblastoma 1506 | E R P4 E Lymphangioleiomyomatosis(LAM)

1504 |FHEFAHATIE Neuroblastoma 1507 [EFA-PREERE Von Hippel-Lindau(VHL)
= - 16 SNERE . _

1601 |BE{H5FIE Apert syndrome 1615 |FEETER R iE I E A HEECNBAE) Costello Syndrome

1602 |Crouzon ECIE(F#EF Crouzon Syndrome 1616 |Fraser FRIE Fraser syndrome

1603 |EE-FEFRERE Russell-Silver syndrome 1617 |Se R MR EER OPVINE Mwﬂ%%%wgo&w-ﬁom.a-m?ombmém nversus

1604 |Comnelia de Lange ECE(ERE Cornelia de Lange syndrome 1618 |ERFR(TAE BRE Kabuki make-up syndrome

1605 |X HEHTE Fragile X syndrome 1619 |5-#5-15 (Bb) EfREE Oto-Palato-Digital syndrome

1606 |CHARGE B-&TIE CHARGE association 1620 |Robinow B FEIREE Robinow Syndrome

1607 |Aarskog-Scott FCAEIREF Aarskog-Scott syndrome 1621 |Pfeiffer ERAEMREEF Pfeiffer Syndrome

1608 |Smith-Lemli-Opitz FE{EEF Smith-Lemli-Opitz syndrome 1622 35 (Hb) FEEEEEE: Nail-Patella Syndrome

1609 |Bardet-Biedl RIEFERE Bardet-Biedl syndrome 1623 |CEC fEEE* Cardiofaciocutaneous Syndrome

1610 WMWH %M Mer MMMDM e R ) Larsen syndrome 1624 |Peter-Plus fE{EEE Peter-Plus Syndrome

1611 |FZEIEEERE Pierre Robin Syndrome 1625 |Nager fEEEE Nager Syndrome

1612 |E=4-Fa PRETEC FEMEEE Treacher Collins syndrome 1626 |Coffin-Siris FEIREE Coffin-Siris syndrome

1613 | & HEAREE(EE Multiple pterygium syndrome 1627 |- EEE(ERE White-Sutton Syndrome

1614 |EZEEE Noonan syndrome




17 B RE

1701 memﬂmww%mwwﬂmwwv Prader-Willi syndrome 1706 [Rubinstein-Taybi EREEEF Rubinstein-Taybi syndrome
1702 |Angelman ERIEMEEE(PREEET/E)  |Angelman syndrome 1707 |Branchio-Oto-Renal fE{REEF Branchio-Oto-Renal Syndrome
1703 |ERBRETCCAE Williams Syndrome 1708 [Kleefstra fE{EEE Kleefstra Syndrome
1704 |DiGeorge's SEEEE FFIBERAE)  |DiGeorge's disease

_ . 18 - At IERABHER |
1801 |REE Hutchinson Gilford progeria syndrome 1809 |FeRIEFFIRET T B B AR Klippel-Trenaunay syndrome
1802 |Cockayne B (FISIEEK)EREEE |Cockayne syndrome 1810 [BEEMEH MMM ERERE Hereditary Hemorrhagic Telangiectasia
1803 |/ 8% - R IEFREMREF Hallermann-Streiff syndrome 1811 |Stargardt’ s FRIE Stargardt’ s disease
1804 |52 — BT — RGTElRES Tricho-hepato-enteric syndrome 1812 |Fo RIS fE aniridia
1805 |Fe R KIGIEIEEE Congenital Varicella Syndrome 1813 |Kohlmeier-Degos 455 1E Kohlmeier-Degos Disease
1806 | AZLEEIE Werner Syndrome 1814 |[SEMEITERLERE Occult Macular Dystrophy
1808 |5iERE R B ERIEEE] Campomelic dysplasia with autosomal sex reversal
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